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Novel EDAR gene mutations in HED
Hypohidrotic ectodermal dysplasia (HED) is a human heritable
disorder characterized by abnormalities in teeth, sparse hair,
and absent or reduced sweating that may lead to life-threaten-
ing hyperthermia. The disease may result in up to 30% mor-
tality during the first 2 years of life, if left undiagnosed. Novel
mutations in the ectodysplasin A1 receptor (EDAR) gene are
identified as the underlying cause of autosomal recessive HED
in two Pakistani families. The study provides further evidence
for the role of the EDAR-signalling pathway in the develop-
ment of skin appendages during embryogenesis.
Naeem M, Muhammad D, Ahmad W. Novel mutations in the
EDAR gene in two Pakistani consanguineous families
with autosomal recessive hypohidrotic ectodermal dysplasia.
Br J Dermatol 2005; 153: 46–50.
Mild recessive epidermolytic hyperkeratosis associated with a novel keratin
10 donor splice-site mutation in a family of Norfolk terrier dogs
This report characterizes the first spontaneous, heritable keratin defect ever recognized
in a species other than human. It is also the first reported example of a recessive epi-
dermolytic hyperkeratosis. The disease is due to a novel splice-site mutation in keratin
10, transmitted through a family of Norfolk terrier dogs. Affected dogs have a mild,
superficial, non-palmar ⁄plantar epidermolytic ichthyosis while heterozygotes are clinic-
ally and histologically normal. The identification of a recessive mutation in a suprabasal
keratin indicates that recessive mutations may be present in humans but are not recog-
nized due to the rarity of consanguinity in human pedigrees.
Credille KM, Barnhart KF, Minor JS, Dunstan RW. Mild recessive epidermolytic hyper-
keratosis associated with a novel keratin 10 donor splice-site mutation in a family of
Norfolk terrier dogs. Br J Dermatol 2005; 153: 51–58.
Induction of a chemoattractive proinflammatory cytokine
response after stimulation of keratinocytes with
Propionibacterium acnes and coproporphyrin III
One accepted major factor in the pathogenesis of acne is an
immunological reaction, but the role of P. acnes and ⁄or an
extracellular product of P. acnes is still controversially discussed.
The coincubation of a keratinocyte cell line with viable, but
not heat-killed, P. acnes modulated an adequate cytokine
response for IL-1b, GM-CSF and IL-8. Coproporphyrin III also
modestly induced IL-8 expression by keratinocytes. P. acnes and
its predominant porphyrin fraction coproporphyrin III induce
the expression of keratinocyte-derived proinflammatory cytok-
ines which might contribute to the initiation of inflammatory
acne lesions.
Schaller M, Loewenstein M, Borelli C et al. Induction of a
chemoattractive proinflammatory cytokine response after
stimulation of keratinocytes with Propionibacterium acnes and
coproporphyrin III. Br J Dermatol 2005; 153: 66–71.
Human endogenous retroviral expression in psoriasis
Human endogenous retroviruses (HERVs) are part of the nor-
mal human genome and their participation in the pathogenesis
of various human diseases including psoriasis has been pro-
posed. Mole`s et al. report the expression of three HERV famil-
ies in the psoriatic lesion, namely HERV-W, -K and -E, and
partially characterize a new endogenous retroviral variant,
which is related to the HERV-W families and that could
encode for gag and pol proteins. It now seems worthwhile to
assess the role of HERV sequences in the immunopathogenesis
and the genetics of psoriasis.
Mole`s J-P, Tesniere A, Guilhou J-J. A new endogenous
retroviral sequence is expressed in skin of patients with
psoriasis. Br J Dermatol 2005; 153: 83–89.
‘Atrophic telogen effluvium’ from cytotoxic drugs and investigation of the possible
protective effect of pretreatment with a topical vitamin D3 analogue
Pretreatment with calcipotriol scalp solution afforded no protection from the hair loss
of chemotherapy with cycles of cyclophosphamide, methotrexate and 5-fluorouracil in
patients with carcinoma of the breast. Combining results of calcipotriol and placebo
groups, telogen hairs predominated over fractured and anagen hairs in shed hair and
the major pathological change was proximal hair shaft tapering. Fracturing of tapered
telogen hairs with small bulbs produced exclamation mark hairs. Regrowth resulted
from hairs entering the next hair cycle. Cytotoxic hair loss is therefore regarded as a
variant of ‘telogen effluvium’ and, in view of the pathological hair shaft tapering, the
term ‘atrophic telogen effluvium’ is proposed.
Bleiker TO, Nicolaou N, Traulsen J, Hutchinson PE. ‘Atrophic telogen effluvium’
from cytotoxic drugs and a randomized controlled trial to investigate the possible
protective effect of pretreatment with a topical vitamin D3 analogue in humans.
Br J Dermatol 2005; 153: 103–112.
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